fully performed. Histopathological studies of the resected segment of the colon showed aganglionosis consistent with HSCR. At the age of 3 years, he had severe mental retardation, spastic quadriplegia, and could not control his head. Ocular pursuit and response to sound were not evident. Neuroradiological studies showed enlarged lateral ventricles, agenesis of the corpus callosum and septum pellucidum, irregular ventricular wall, hypoplastic white matter, cerebellar hypoplasia, and fusion of the thalami. His typical neuroradiological findings prompted us to study the LI CAM gene. This is the first report on the association of a defective LiCAM gene and HSCR. Although XLH and HSCR in our patient may well be independent, the alternative explanation that LI CAM mutations may contribute to both phenotypes cannot be excluded in view of an earlier report by Kaplan.'3 She reported a 2 year old boy with psychomotor retardation, congenital unilateral ptosis, bilateral adducted thumbs, weakness of the upper limbs, and HSCR, with enlarged ventricles, complete agenesis of the corpus callosum, and hypoplasia of the inferior vermis and cerebellum. The maternal uncle of the proband also had marked psychomotor retardation and agenesis of the corpus callosum but no adducted thumbs or HSCR. A maternal third cousin had HSCR. The pedigree may have an L1 CAM abnormality with intrafamilial heterogeneity.
Materials and methods
The 
